Professor John Goodwin said that the initial diagnosis of left atrial myxoma was based on the signs of severe pulmonary hypertension combined with auscultatory evidence of unimpressive mitral obstruction or regurgitation. The loud early diastolic (third) sound, due to the myxoma prolapsing into the left ventricle in atrial systole, was particularly suggestive, especially as a third sound arising in the left ventricle denied severe mitral stenosis. The left atrial obstruction due to the tumour caused severe pulmonary venous hypertension which in turn produced pulmonary arterial hypertension. Evidence of constitutional disturbances such as high ESR, fever, anemia and loss of weight was not always present in such patients. Confirmation of the diagnosis by ultrasound recordings and angiocardiography was most important, since early operation was essential because the condition was fatal unless successful removal of the tumour could be achieved.
Dr Arthur Hollman said that the surgical approach via the right atrium, with excision of part of the atrial septum, was dictated by the need to cannulate the vene cave for extracorporeal circulation. It was not primarily designed for removal of the base of the tumour pedicle. Mr D'Arcy Sutherland of Adelaide in fact opened the left atrium directly and took the venous return for the heart-lung machine from the outflow tract ofthe right ventricle. History: Drooping of eyelids since the age of about 16; weakness of arms for six months previous to admission.
He was admitted with pain, redness and loss of vision of his right eye of rapid onset.
Family history: None available.
On examination: Acute glaucoma of right eye with a dense cataract. Left lens was normal. Bilateral ptosis with ophthalmoplegia; limitation of medial and lateral gaze but no diplopia. Weakness of all facial muscles and sternomastoids, but no loss of bulk ( Fig IA, B ). Upper and lower limbs, normal power. No pharyngeal weakness. No myotonia clinically. No baldness, no testicular atrophy. Cardiovascular system normal.
Investigations: ECG normal. Tensilon test negative. Serum creatine phosphokinase 15 i.u./litre. Immunoglobulins normal. Thyroid studies normal. WR negative. EMG: no evidence of denervation or of myotonia. The findings in the orbicularis oculi were suggestive of a myopathy.
Discussion
Cataracts are well known as a presenting feature of dystrophia myotonica, but are not described in association with the other groups of muscular dystrophy.
In myotonia dystrophica the cataracts are usually bilateral, the weakness is progressive and myotonia is a constant feature in established casesthe EMG showing sustained contraction. Our patient has none of these features. Ocular myopathies present at an early age with ptosis and ophthalmoplegia and progress slowly. In 25 % of cases there is limb girdle involvement; pharyngeal weakness also occurs commonly. There is often no family history in this disorder, many cases being sporadic.
It seems likely that this patient represents a case of ocular myopathy, the cataract being a coincidental finding. Could not walk without support until age 4 years. Could not run without falling before age 6 years. There has been difficulty with upward gaze since childhood, but he has never suffered dysphagia. In the past year the left limbs have become weaker. He underwent operations for the relief of bilateral ptosis in Johannesburg but derived no benefit.
Family history: Mother, father and brother in good health. His sister suffers from a dystrophic illness similar to the patient's.
On examination: Intelligent. Voice has a nasal quality. Bilateral ptosis. Palsies of conjugate gaze in upward and left lateral directions, but no diplopia. Both sternomastoids are weak, the stance is lordotic, and there is wasting of upper and lower limb muscles, more marked on the left side. In the upper limbs, the extensors of the elbows are most severely affected and some of the intrinsic muscles of the hands are wasted, but the forearms are relatively spared. In the lower limbs, the hip flexors are most affected and there is bilateral foot drop. The tendon reflexes are preserved.
Cardiovascular system normal. No testicular atrophy. No cataracts. Indirect laryngoscopy shoNwed pooling of mucus in the cricopharyngeal region.
Investigations: Normal ECG. Urinary creatine 100, creatinine 600 mg/24 hours. Serum creatine phosphokinase 156 i.u./litre (normal range up to 56 i.u.).
Muscle biopsy (Dr F B Gibberd, Westminster
Hospital): The histology is consistent with a primary muscular disease. Muscle fibres are separated individually and into small groups by abundant adipose tissue but there is no evidence of inflammation. Individual fibres tend to be large but show some variation in size and shape; there are no groups of small fibres such as are commonly associated with neuronal atrophy. There is no sarcolemmal nuclear proliferation but some nuclei are centrally placed in the fibre and show no obvious signs of degeneration or necrosis. The few nerve endings present are normal.
Discussion
In this patient the dystrophy involved the muscles of the trunk and both limb girdles, as well as ocular and pharyngeal muscles. In isolated ocular myopathy the disability usually becomes manifest during adolescence. Ptosis is the commonest presenting sign. Progression is slow. There are reports of cases of ocular myopathy accompanied by pharyngeal and/or pelvic girdle involvement. Limb muscles, facial muscles and external ocular muscles are all involved in myotubular dystrophy, a progressive myopathy which presents in infancy. Electron microscopy reveals the persistence in adult muscles of fibres of foetal musclemyotubes. The central portion of such muscle fibres is devoid of myofibrils.
Muscle biopsy rarely enables a dystrophy to be precisely classified; it does differentiate dystrophy from muscle wasting secondary to lower motor neurone degeneration. The best results are obtained if the biopsy is taken from mildly affected muscle. In neurogenic muscle wasting there is a paucity of neuromuscular end-plates, whereas in muscular dystrophy the end-plates are preserved until a late stage.
The family history, the clinical picture and the muscle biopsy all suggested the diagnosis of muscular dystrophy. The investigations which were available to us have not allowed the dystrophy to be precisely classified.
Postscript (1.10.69) Histochemical results (Professor Ian Dawson, Westminster Hospital): Glycogen slightly reduced in amount. Amylophosphorylases, lactate dehydrogenase and nicotine adenine dinucleotide and nictotine adenine dinucleotide phosphate diaphorases were normal in amount and distribution. Normal removal of glycogen staining by a and P amylases. Cholinesterase normal at neuromuscular junction.
Conclusion: No evidence of a metabolic myopathy.
